Abstract
Patients affected with progressive myoclonus epilepsy of the Lafora type present during late adolescence with a characteristic EEG pattern and Lafora bodies seen on skin biopsy. The critical region for the Lafora gene has been localised to chromosome 6q24 flanked by the dinucleotide repeat markers D6S292 and D6S420. This study for linkage ofmarkers from the candidate gene region was performed in a previously unpublished family affected with Lafora disease. EEG and skin biopsy evaluation for Lafora bodies were performed on five of eight family members followed for seizure activity. Haplotype and linkage analysis of DNA from five family members were carried out using the nine dinucleotide repeat markers reported in the common region of homozygosity by Serratosa et Subjects 11.2 and II.4 were not diagnosed with typical Lafora disease; however, they did inherit one disease associated haplotype. Consanguinity was denied, although it could not be ruled out considering the two affected members of this family (II.1 and II.3) showed homozygosity for D6S308 to D6S420. In the present study, an additional family affected by Lafora disease has narrowed the 17 cM critical region for the Lafora disease gene on chromosome 6q23-25 to a 4 cM region flanked by markers D6S308 and D6S311.
